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Requests for reprints to Dr Hiroshi Nakai, Department of Pediatrics, Tohoku University School of Medicine, Seiryo-cho 1-1, Sendai 980, Japan. when serum IgA was low, led the authors'0 to suggest a temporary immunological deficiency. Among the other i(1 8p) patients only ours had undergone immunological studies and the level of serum IgA was found to be normal at 13 months of age. Deficiency of IgA is known to be present in patients with deletions of either arm of chromosome 18. The paucity of data regarding i(18p) cases makes it impossible to decide whether the finding of low IgA levels in two patients is fortuitous or causally related to the chromosomal imbalance.
Besides our case, only four probands had their dermatoglyphic patterns described.5 7 8 10The a-b ridge counts recorded for two of them5 7 were 106 and 92 while in our case it was 100. This increase seems to be the only unusual dermatoglyphic feature associated with the syndrome.
In the cases of i(18p), mean maternal age was 27 64±6 79 and mean paternal age was 29.09±L 6-11. Therefore, parental age does not appear to be increased.
Recurrence of i(l8p) has never been reported in the same sibship. Both parents had normal karyotypes in seven of the eight instances when parental chromosomes were analysed. The mother of one patient6 had 47 chromosomes. including a telocentric 18 and an i(1 8p). She had another daughter who was mentally retarded and had deletion of the short arm of one chromosome 18. In the remaining ten sibships, one spontaneous abortion occurred among 23 pregnancies. The sister of one proband5 had mental retardation and congenital anomalies, but the chromosome constitutions of the girl and her parents were not investigated. There are ten previously reported cases of terminal monosomy of chromosome 14q not associated with partial duplication of another chromosome. In nine, the loss was associated with ring formation,1-5 and in one6 with mosaicism for a complex inversion. We report the first case where the loss was the result of a simple de novo deletion.
Case report
The patient was a 12-year-old white male admitted for evaluation of congenital heart disease. He was born at term to 35-year-old unrelated parents, after an uncomplicated pregnancy, with a birth weight of 3250 g. Except for the heart disease, he has remained in good physical health. A heart murmur was first detected when he was 2 years old and was followed with annual examinations. The present admission was prompted by decreasing exercise tolerance of 2 years' duration. Cardiac catheterisation showed an atrial septal defect and a partial anomalous venous return that have now been surgically corrected. His psychomotor development was delayed in comparison to his older sibs. In school he is two grade levels behind chronological age. Formal psychometric testing (WISC-R) showed low average intelligence (full scale IQ 85), but with significant verbal-performance discrepancy (verbal IQ 94, performance 78). There is no history of seizures or other neurological symptoms and an EEG was not performed. There is no family history of consanguinity, congenital malformations, or mental retardation. Both parents, an older brother, and three older sisters are in good health, of average height, and at least average intelligence.
On physical examination, the patient was a mildly dysmorphic child (fig 1) . Weight was at the 5th centile and head circumference at the 50th centile, while the height was below the 3rd centile and at the FIG 1 The proband at 12 years. Note high1forehead, low anterior hairlire, broad nasal bridge, broad philtrum, and simple helix.
